OBPA3EI] PASPEHIEHUS HA JTONMOJHUTEJBHOE CKPUHUHI'OBOE OBCJEJOBAHUE HOBOPOXJIEHHOI'O
Oo6mas nngopmamus 0 CKpHHUHIOBBIX 00C/1€I0BAHUSAX HOBOPOXKIEHHBbIX B mTaTe HeGpacka

B coorBerctBum ¢ 3akoHoM mTarta HeOpacka kaxnaeiii HoBopokaeHHbIM JIOJDKEH ObiTh oOcnemoBaH Ha mpeAMET HaTHYHs
OIIPEIENICHHBIX HApYIICHUH (WX OIMCAaHME NMPUBOIMUTCS B PAacCHpPOCTPAHSIEMOH NPaBUTEILCTBOM IITaTa Opomrope o0 obcienoBaHUIX
HOBOPOJKAEHHBIX). DTH HAPYIICHUSI MOTYT IPUBECTH K BOSHUKHOBEHHIO CEPhE3HBIX NPOOIIEM, €CIIH UX HE BEISIBUTH M HE HAYATh JICUUTH B
TEUCHUE NEePBBIX JHEH KU3HH. YIpaBlIeHUE MPOrpaMMOil 0OClIeIOBaHUI OCYLIECTBISIETCS OTASNIOM 3/IPaBOOXPAHEHUSI M COLHAIBLHOTO
obcnyxuBanus mrara HebGpacka. [IpoBepka Hanmuuus y peOeHKa BBIIECYHOMSHYTBIX HapyLICHHIH NMPOU3BOJUTCS MOCPEICTBOM aHAIHM3a
KpOBH, B3ATOH M3 msaTku pebenka. Kojka Ha msTKe MpOKanbIBAaeTCs, U U3 MPOKOJA HA JIUCT OyMaru BBDKMMAIOTCS HECKOJBKO Karelb
KpoBH. B Tex penkux ciydasx, KOrja KpoBb peO€HKa HE CBOPAUMBAETCS HOPMAJbHO, MM KOTZAa PEOEHOK IMOTydaeT Pa3KMKarol[uit
KpOBB TIperapar, BO3MOXKHO IIPOJOIDKHATENbHOE KpoBoTeueHne. Ha maTke HOBOPOXKIEHHOTO MOXET 00pa30BaThCS HEOOIBIION CHHSK.
BeposaraocTs nH(pEKINN BecbMa HE3HAUUTENIBHA.

IMpn mpoBemeHMu Bcex TabOPAaTOPHBIX AaHAIH30B CYIISCTBYST HE3HAUHMTENIbHAS BEPOATHOCTh OmMOKH. lHorma mpoOsl KpoBH
MOBPEXIAIOTCS TpH mepeBo3ke. CiydaeTcs, 4To Ha MPOOUPKU C NpoOaMH HAKJICHBAIOTCS HENPABHJIBHBIC SPIBIKH, HCHOJB3YeTCs
HEHCIIpaBHOE 00OpYIOBaHHE, PE3yJbTaThl aHajiM3a HENpPaBHJIBHO HMHTEPHPETUPYIOTCA. BeposTHOCTH TOro, 4to OyAyT IOIyLICHBI
oIMOKK TaKOTo POAa, U YTO OHU He OyIyT BOBpeMs OOHApy>KEHbI, HEBEJIMKA, TaK KaK IPUMEHAIOTCA 3P PEeKTUBHBIE CPEACTBA KOHTPOJISL.

[Ipoba xpoBu OyzeT OoTmpaBiieHa B CICHHATH3UPOBAHHYIO Jaboparopuio. IlocTopoHHHUE NHIla HE MMEIOT OOCTyHa K mpodaM KpOBH.
JlaGopaTopust XpaHUT IPOOEI KPOBH B TeUEeHHE 3 MECSIEB Ha TOT CiIydaid, eciii nmorpedyercs MOBTOPHBIH aHAIIN3, MOCIE Yero IPOOEI
YHHYTOXAIOTCS. Pe3ysbraTsl aHanm3a XpaHsaTcs B JlabopaTtopuy, B OOJIbHUIE WM KIMHHKE, The Oblla B3ira rmpoba KpoBH peOeHKa, B
kaOuHeTe HaOIIOJAIONIEro 3a peOCHKOM Bpaya M B OTENE 3APaBOOXPAHEHUS W COLMAalIbHOrO oOCiyxuBaHMs wrara. MHorma y
poauTesnel MOryT IONPOCUTH pa3pelIeHus B3ATh Mpo0y KPOBH y peOCHKa C IO IPOBEICHUS HayYHBIX HCCIECJOBAHUMA 110 OKOHYaHUH
aHayM3a. B aToM citydae ucnonb3yercs oTaelbHas popMa pa3pelieHns Ha UCCIIel0BaHUE KPOBH.

B xoze o6s3aTenpHOrO 00CIeI0BaHNS IPOU3BOANTCS MEPBOHAYANBHBIN aHAIN3 KPOBH. EcIM IJIs1 OKOHYATEIFHOTO BBISBIECHHS TOTO N
WMHOTO HapyIIeHHUs MOTpeOyeTcst anbHEeHIINN aHaIi3 KPOBH PeOSHKa, Bpad BaM IT03BOHHT.

Cuder 3a BBIIOTHCHHUE aHAJTN30B 6yne’r IIPEACTAaBJICH POAUTEIISIM pe6eHKa WA UX CTanOBOfI KOMIIaHHU.

[Ipo6a kpoBu pebeHka OyAeT OTIpaBiIeHa B CISAYIOLIYIO J1ab0paTOPHIO, MPOU3BOAAIIYIO aHATU3B! KPOBY MO KOHTPAKTY C OTIEIIOM
3paBOOXPAHEHUS U COLMAIBHOTO 00CITy)KMBaHHS LITATA:

(naumenosanue nadbopamopuu)
OBSI3ATEJIBHOE OBCJIIEJOBAHUE HOBOPOXXJIEHHBIX B IITATE HEBPACKA

O0s13aTenbHOe 00CIeI0BaHIE HOBOPOIXKICHHBIX ITO3BOJISIET BBISBUTH CIEAYIONIHE HAPYIICHHS:
genunkemonypust (PKU) (mpebyem cobniooenusi ocoboit duemot),
eanaxkmozemusl (mpebyem coba00eHus 0cobotl ouemut);
HedoCmamo4HoCmy OUOMUHUOA3BL (MPeOYIOWYI0 edHCeOHeBHO20 NpUuemMa UMAMUHHOU 000Aa6KU);
8POIHCOEHHDLIL NEPBUUHDLI 2UNOMUPe03 (MPedYIoWULL eHCeOHe8HO20 NPUeMa 1eKapcmea);
2emoanoduHonamus (Modkcem nompebo8amvpcs npuem 1eKapcmea u opyeue 8uobl 1e4eHus);
nHedocmamoyrocmu ayun-KoA-oecudpozenasvl co cpedneii yenepoonoii yenvio (MCAD) (mpebytowyio ocobozo yxooa 6o epems
bonesnu);
BPOJICOEHHAS 2UNEPNIA3UA HAONOUEUHUKO8 ™ (Mpedylowas exceOHe6H020 Npuemd 1eKapcmea);
MYKOBUCYUO03* (mpebyrowull edceOHesH020 npuema 1eKapcmea u cobnodenus 0codot duemal).
* (015 npo6, noryuenHvix 8 1a60pamopu 00c1e008aHus HoopodcoeHHbIx 2 aneapsa 2006 2. u nosice)

JONOJIHUTEJBHOE CKPUHHHI'OBOE OBCJIEJOBAHUE HOBOPOXJIEHHBIX

Korza npoba xpoBu peOeHka ImpoBepsieTCsl Ha HAIUYNE HEJOCTATOUYHOCTH ariiI-KoA-nernaporeHassl co cpefHel yriepoaHoil nemnbio
(MCAD) u o¢enunkeronypun (PKU), oHa oOpabaTbiBaeTcss W aHAIM3UPYETCs alnapaToM, MO3BOJSIOIINM BBUIBISTE MHOXKECTBO
Pa3IMYHBIX XapaKTEePUCTHK KPOBHU. Pe3yibTaThl Takoro aHanu3a MOTYT CBHACTEIBLCTBOBATh O HAIMYMM Jpyrux Hapymienuit, HE
MNPEAYCMOTPEHHBIX B mnepeune HapymieHuid, o0O0S3aTe€NbHO NPOBEPSIEMBIX COIVIACHO 3aKOHaM mITaTa. JlomoimHWUTEenbHOE
CKPUHUHIOBOE 0OCII€JOBaHUE MPOHM3BOIUTCS TOJNBKO C paspelleHust poautened. B Tex ciydasx, Korjga poauTeNH NepBOHAYAIbHO HE
JKEJA0T TMPOBEACHUS JOTOIHUTEIFHOTO 00CIEI0BaHUs, a 3aTeM MEHSIOT CBOE pelIeHue, TpeOyeTcs HoBas mpoda KpoBH peOeHKa, 3a
B3ATHE KOTOPOH NMPUXOJUTCS IIATUTH 3aHOBO.

B 3akiounTeNnsHOM YacTH 3TOro JOKYMEHTa ONKCBHIBAIOTCSI THIIBl HapylIIEHHH, KOTOpBIE MOTYT OBITh BBISBICHBI IOCPEICTBOM
JIOTIOJTHUTENILHOTO CKPUHUHIOBOTO 00CIIeOBaHMS. ODTH HapyIIEHHs BCTPEYAIOTCS PENKO, M HX IMAarHOCTUKA MOXET OKa3aThCs
3aTPyIHUTENILHOM JUIA JIEYallero Bpaya HOBOPOXIEGHHOTO. JIONMOJHHUTENbHBIH CKPHHUHIOBBIA TECT HE IO3BOJISAET BBIABIATH BCE
BO3MOJKHBIE HAPYIICHHs!, HO 1aeT BO3MOXKHOCTb OIpeenThb npumepHo 30 HapyuieHuil. HauMeHOBaHUS 3THX HapyLICHUH NEpednCIICHbI
B PacHpoCTpaHsIeMON IPaBUTENbCTBOM IITaTa Opourope 06 00Cae10BaHUsIX HOBOPOXKICHHBIX.

Hike mepednciieHBl HEKOTOpBIE U3 IIPHYMH, MO KOTOPHIM IIOJIyYeHHE ONOJIHUTEIBHOH HHGOpMAIUH O HOBOPOXKACHHOM MOJXKET
OKa3aThCsl TTOJIE3HBIM.
Hexomopbie napywenus npenamcmeyiom HopMaibHOMY POCHY pebeHKa.
Hexomopbie napywenus mo2ym npugooums K 6He3anHuiM MANCEbIM 3a00Ne6aHUAM, HeOOPAMUMOT UHEANUOHOCINU UNU CMEPTNU.
bes nposedenus 06cnedosanus Kposu OuUazHOCMUKA HEKOMOPLIX HAPYUWEHUL 3aHUMAE MHO20 8pEMEHU U O0PO2O CHIOUM.
Mnozue napyuienus no00arOmcs AeueHuo, NO360AAIOUEMY YMEHbUUMb MAHNCECHb UL YACMONY 3A001E6AHUS.
Hnpopmayus, noryyennas 6 xoo0e 00C1e008aHUSA, MONCEM OKA3AMBCA BANHCHOU Ol OPY2UX UIeHO8 CEMbU.
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Nwms, bamummst peGeHka:
Jata poxxaenus:
WnenTndukanoHHbI HOMEp:

Hwxe mnepeuyncieHbl HEKOTOpBIE M3 MPHYKMH, MO KOTOPHIM TOJYyYCHHE JOMOJHUTEIBHOW WH(OPMAIIMH O HOBOPOXKIACHHOM MOXET
0Ka3aThCs HEXKeJIaTeIbHbIM.
Dpgexmusnocms Hekomopvix Memooog jeueHus He O0KA3aHd.
Hexomopbie napywienuss Mo2ym npugecmu K CMEPmMu Uiy K UHGATUOHOCHIU, HECMOMPSL HA MEOUYUHCKYIO HOMOUb.
Hexomopbie napywienust npugoosim K 603HUKHOGEHUIO NPOOIeM MOAbKO Y HEMHOSUX NAYUEHNO8 C MAKUMU HAPYUEeHUSIMU.
Hnozoa nego3modicHo yemanogumo, s61semcst i Mo Wil UHOU pe3ybman aHaIu3a HapyuleHuemM Uil HOPMALbHbIM OMKIOHEHUEM.
OKoHuamenbHblll AHATU3 MOJICEm NOKA3AMb, YO 6bl36asuile DeCNOKOUCMEO Pe3yibmamyl NEPEOHAYANLHO20 AHAU3A ObLIU
ouubouHbL.
B peoxux cnyuasx pesyniomamvl aHanuza Kpogu HOPMAIbHble, HeCMOMPS HA MO, YMO Y pebeHKa hakmuyecku Habao0aemcst
HapyuieHue.
Hexomopoix nodeti 6ecnokoum 03MOACHOCIb CEI3AHHOU C PE3VIbMAMAMU AHAAU3A OUCKPUMUHAYUU NPY npueme Ha pabomy uiu
cmpaxoganuu.

DT0 mepBOHAYATIbHOE, CKPHUHUHIOBOE oOcienoBanue. Ecimm morpedyercs OKOHYATEIbHOE IMONTBEP)KICHHUE HAIWYHS HAPYIICHHUSA Yy
peOeHKa, Bpad BaM IMO3BOHUT. Pe3ynbTaThl 00CiieI0BaHUS IOKHBI OBITH TOTOBEI Yepe3 5-10 mgHei.

BbI nostyunTe Koo 3Toi Gopmel paspernenus. Eciii y Bac B ajbHEHIIIEM BO3HUKHYT BOIPOCHI, [IO3BOHUTE
o Tenedony

Paspemel-me Ha MpoBeICHHE TOMOJTHUTECJIBbHOI0 CKPUHUHIOBOTO o0cIe10BaHUA

51 o3HakomuIack (03HaKOMMUIICS) ¢ HH(OPMaLKell, IPUBEICHHON B 9TOM AOKYMEHTE, U s pa3pelaro MPOBECTH JOMOTHUTEILHOS
o0cieoBaHue.

POZ[I/ITGJ'IL, OIICKYH WJIK NTPEACTaBUTECIIb JlaTa Bpaq WK NpEACTAaBUTEIIb Bpada

3anpereHue MpoBeIeHUs] TOMOJHHTEIHLHOI0 CKPHHUHIOBOTO 00c1e10BaHUS

41 o3HakoMuIach (03HAKOMUIICS) ¢ HH(GOPMALIUE, IPUBEIEHHOM B 9TOM J0KyMeHTe, U st HE paspeniaro npoBecTH JOMOIHUTEIBHOE
o0cieioBaHue.

POZ[I/ITCJ'H), OIICKYH WUJIK NTPEACTaBUTECIIb Z[aTa Bpaq WA MIPpEACTAaBUTEIIb Bpada

Onucanue TUIIOB Hapymel-mi/i, BbIAIBJIA€MbBIX B X0/1€¢ 1ONMOJHUTEJIBbHOI0 CKPUHUHIOBOI'0 06CJ]e)10BaHI/Iﬂ

JlononHuTeNbHOE CKPUHUHIOBOE 00CIIEIOBAHNE O3BOJISET BBIABIAT HAPYIICHUS CICIYIOIIUX THIOB. HIMBU Iy abHbIC HAUMEHOBAHHS
3TUX HApYIICHUH IIEPEYMCICHbl B PACIPOCTPAHAEMOH IIPABUTEIBLCTBOM IUTaTta OpolIope 00 CKPHUHHHIOBBIX O0CJICHOBAHMAX
HOBOPOXKICHHBIX.

HapymieHusi nponeccoB YCBOEHHUS KUPHBIX KHCJIOT. JI01M ¢ TaKMMM HapYIICHUSIMH HE MOTYT HOPMAaJIBHO IPeoOpa3oBbIBaTh KUPHI B

SHEPrHI0. Y TaKHX MalMEHTOB MOTYT HaONIOAAThCS MOHIKEHHOE COZep)KaHHWEe caxapa KpPOBH, MBILIIEUHAs AUCTPO(Hs, MOCTOSHHAS
cnabocTh, CyAOpPOTH, KOMAaTO3HOE COCTOSIHUE, HApyIICHUS (YHKLUH MEYeHH, MOCTOSHHOE NCHXMYECKOE PacCTPoicTBO, (uinueckas
HEJIEECTIOCOOHOCTh MM TPEXJIEBPEMEHHas cMepTh. IIpoOiembl, CBsi3aHHBIE C TaKMMH HapyHIIEHWSMH, MOTYT TPOSIBISTBCA B
MJIa/ICHYECTBE, B JIETCTBE HIIM Y B3POCIBIX MALEHTOB; OHU MOTYT MPOSIBISTHCS TOJIBKO BO BpeMsl 3a001€BaHUIl MM MOTYT HUKOTa He
MPOSIBUTHCS.

Hapymienus nponeccoB yCBOCHHS AMHHOKHCIOT. JIfoau ¢ TAKUMU HapyLIIEHHSAMH HE MOTYT HOPMaJIbHO yCBaHBaTh HEKOTOPBIE OEIKH.

VY TakuxX ManueHTOB MOTYT HaOIIOJAThCS YMCTBEHHas OTCTAJIOCTh, MOPOKU PAa3BUTHUS, CYAOPOTH, CIENOTa HIM TNpPeXIeBPEeMEHHas
CMEpTb.
Hapymienus nponeccoB yCBOEHHsI OPraHUYeCKHX KHCJIOT. JIfo[y ¢ TAKMMH HapyIISHUSIMU HE MOTYT HOPMAJIbHO yCBaHBaTh OEIKH U

KHUpPBL. Y TAaKMX TNAIMEHTOB MOTYT HaOMIOJaThCs JIOOBIE CHMIITOMBI, TEpedrcIeHHbIe Bhllle B pasfenax «Hapymenus mporeccos
YCBOEHHS JKUPHBIX KUCIOT» U «HapyleHus nporeccoB yCBOSHNUS aMHHOKUCIIOTY.
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